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BaXHO TOMHUTB, YTO BBISBIICHUE ONPEICIICHHBIX TCHETUYECKUX BAPUAHTOB HE SIBJISICTCS YCTAHOBJIC-
HUEM WIH MTOATBEPKICHUEM JHArH03a; He MOXKET CIIYKHUTh JIJISl JMATHOCTUKH PA3IIMUHBIX 3aBHCUMO-
CTEH, a SBJISACTCS JIMIIL BCIIOMOTATEIBHBIM TECTOM JJIsi Bpaya, IMO3BOJISIONIMM BhIOpAaTh HamOosee
ONTHMAJILHBINA CIIOCOO TEPAITHH.

[Ipumeuanue

Mudp:

1 — roMo3uroTa 4YacTHBIN ajuiens (HopMa/HOpMa)

2 — reTeopo3uroTa (HopmMa/MyTarus)

3 - roMO3UroTa peiKuil ajuiens (MyTaus/MITAIH)
3HaK MHHYC — ATOJIOTHYEeCKUil 3P PeKT

3HaK IJII0C — MPOTEKTUBHBIN AP PeKT

LIBeToBBIC 0003HAYCHHUS:

Hopma

[IpoTexTBHBIN
(3amuTHBIN) pakTop
e _

pucka

3HaYUTENbHBIN QakTop
pucka




OO0111e MoJIOKEHUS

IMoumop¢HBIMH NPHHATO HA3BIBATH I'eHbl, KOTOPbIE NMPeICTABJIEHbI B NONMYJIALUH HECKOJbKHMH pa3-
HOBHU/IHOCTSIMHU — AJIJIEJISIMH, YTO 00yCJI0BJINBaeT pa3HooOpa3ue NPU3HAKOB BHYTPH BH/A.

Pasznmnums mMexny annensMu OJHOTO U TOTO )K€ IeHa, Kak IPaBUIIO, 3aKI0YAI0TCS B HE3HAUNTEIIBHBIX BapHallH-
X €ro0 «T€HETHYECKOr0» KOoJa.

BoJIBIIIMHCTBO M3BECTHBIX MOJUMOP(PHU3MOB BBIPAXKAIOTCS JIMOO B 3aMEHaX OJHOTO HYKJIEOTH[Ia, TU0O0 B U3MeE-
HeHuu yucina nopropstomuxcs ¢pparmento JIHK (To ecTb B BOSHUKHOBEHUH MYTallMH B I'€HE B BUJE BCTaBOK,
JeJIeNUi ¥ U3MEHEHMSI YMCIIa TAHAEMHBIX IIOBTOPOB).

BOIBIIMHCTBO I€HOB B Ka)KJ10M OPraHHU3MeE MPEACTABICHO ABYMs AJIEISIMHU, OAUH U3 KOTOPBIX YHACJIEI0BAaH OT
0TLA, a Ipyroil — ot matepu. Ecim 06a amienst uIeHTUYHBI, TO OPTaHU3M CUUTAETCS, TOMO3UTOTHBIM €CITU Pas3-
HBIE — F€TEPO3UTOTHBIM.

B xone »Bosronuu pasHsle ajulead MPOU3OLUIM B PE3YJIBTATE MyTallUl OT €JUHOTO AJIJIENS-IIPEAIICCTBEHHUKA,
Yalle BCEro OHU OTJIMYAKOTCA APYT OT JIpyra 3aMEHON OJTHOrO HYKJIEOTH1a (MUCCEHC-MYTaIUH ).

OObIuHO O€KH, KOAUPYEMbIEe pa3HBIMU AJUIEISIMU OJJHOTO T'eHa, 00JIaJjal0T OJJUHAKOBBIMH ()YHKIIMOHAIBHBIMU
CBOMCTBAaMH, TO €CTh 3aME€HAa aMUHOKHUCIIOTHI HEMTpaJbHA WM MOYTH HEUTPAJIbHA C TOYKU 3PEHUS €CTECTBEH-
HOTro 0TOOpa (TO €CTh HE UMEET KIIMHUYECKOTO 3HAYCHU).

O HanuuMM TeX WIKM WHBIX aJUIeNIEW 4acTO CyASAT Ha OCHOBAHWM aHAJIW3a aMHUHOKHCIIOTHOM MOCIEN0BATEIbHO-
CTH COOTBETCTBYIOIIUX OCIKOB.

I'en cuuTatoT nonmuMoOp(HBIM, €Cliu €ro caMblif pacIIpOCTPaHEHHBIH ajieNb BeTpeyaeTcss MeHee ueM y 99% mro-
neil. OTo ompesereHrne OTPakaeT TOJIbKO PACHPOCTPAHEHHOCTh pa3HBIX ayljielieil, a He MX (YHKUHOHAJIbHbIE
pasnuyus.

Macuta6el nonmumopdusma JJHK Takosl, uto Mex 1y nocienoBarenbHocTsiMu JIHK aByx nmrofeid, eciu TOiIbKo
OHHU HE OJIHOSIHLIEBbIE OJIM3HELb], CYLIECTBYIOT MIJIJITMOHBI Pa3Inuuid. DTU pa3indus MOAPa3AEIsioT Ha YEThIpe
OoJbIIINEe KaTerOpUu:

e (hEeHOTUIMUYECKU HE BbIpaXKEHHBIE (Hampumep, noiaumopdusie yuactku JJHK, ucrnonszyemblie 11 niaeH-
TU(PUKAIIH JTTYHOCTH MOJIEKYJIIPHO-TEHETUYECKUMH METOIaMH );

e BbI3BIBAIONINE (DEHOTUITMUECKUE pa3inyusl (HampuMep, B IBETE BOJIOC WIIM POCTE), HO HE TPEAPACIIOIO-
’KEHHOCTH K 3a00J1€BaHHUIO;

® urparoye HEKOTOPYIO pojib B HaroreHese 3a0oieBaHMs (HAIpUMEp, MPHU MOJUTEHHBIX OONE3HIX) — K
ATOH TpyIIe OTHOCATCS UCCIEAYMbIe HAMU MOIUMOP(H3MBI. TO ecTh B OOBIYHBIX YCIOBHSX TaKHE MyTa-
UM HUKaK ceOsi He MPOSBISIOT, HO TMOJ JCHCTBHEM BPEIHBIX WIIM OCOOBIX YCIOBHI BHEIIHEH Cpemy
(TpaBMBI, 0OJIE3HH, CTPECCHI, 0EPEMEHHOCTh) — MOTYT JIaBaTh JAOIOJHUTEIbHBIE HAPYIIEHUS B paboTe op-
TaHW3Ma, YTSDKEIsisi MPOSIBICHUS OCHOBHOTO 3a00JICBAHUSI WJIM BBI3BIBAS PAa3BUTHE JIOTIOJIHUTEIBHOTO
(TpoMOO03b1, OCTEOTIOPO3 U T.11.);

® UTrparollie OCHOBHYIO POJIb B Pa3BUTHH 3a00JIeBaHUs (HAPUMEp, TPU MOHOTEHHBIX 00JIe3HsX ). DTO TO,
YTO MPUHATO HA3BIBATH MYTAllUSIMHU.



['eHeTHYECKOE HOCUTEIHCTBO MOHOTCHHOUW MATOJIOTHH
(Cungpom Kunsbepa - metaboaus3M OumupyouHa)

Cunapom XwibOepa (MauonaTHuecKasi HEKOHBIOTUPOBAHHAS THUIICPOUIMPYOMHEMHS) XapaKTePU3yeTCsl yMe-
PEHHBIM IEPUOJAUYECKUM TOBBIIIEHUEM COJEpKaHUs OnianpyOruHa B KPOBHU, BCIEACTBUE HApYLIEHUs [EPEBOJIA
OunMpyOrHa B €ro pacTBOPUMYIO (opMy (IIPUCOCAMHEHUE TITFOKYPOHOBON KUCIIOTHI (JEPMEHTOM TIIFOKYPOHH-
nrpanchepasoit, kogupyemoii reiom UGT1A1).

DTO MOXET CONMPOBOKAATHCS YXYAIICHUEM CaMOYYBCTBUS, CHIDKEHUEM PaOOTOCIIOCOOHOCTH, JAUCIICTICHICCKHU-
MU SIBJICHHUSIMH, TIOKEITEHUEM CKJep. Y JIoJei ¢ KIMHUYECKUMHU MPOSBICHUAMU cuHApoMa JKunb0epa moBbI-
IIICH PUCK PA3BUTHS )KETYHOKAMEHHOM 00JIe3HH 0€3 CBOCBPEMEHHOM MPOPHIAKTHKH.

3abosieBanne vaiie MaHudecTupyer B Bo3pacte 15-25 met. Ho BcTpevaroTcs BapuaHThI ¢ paHHed MaHupecra-
uuei 3- 10 ner.

ITpu BeIsABIEHMM cuHpoMa JKuiibOepa He0OX0AMMa KOHCY/IbTALUS FaCTPOIHTEPOJIOra U COOI0ACHNE Opeie-
JICHHOH aueThl. Y MYX4YMH reHeTu4ecKuil o0ycnoBineHHbI ymepenHsid neuuut pepmenta UGT1A uyaiue co-
IIPOBOXKIAETCS KIMHUYECKUMH ITPOSBIICHUSAMY, YEM Yy JKCHILUH.

Yacrora

BCTPEYAEMOCTH Y Bamr rerorun WuTepnperanus (acCOIMUPOBAHO C)
€BPOITCOHIOB

Buisasnen ocnosrotl smuonocuueckuti pakmop cum-
opoma JKunvbepa (comozueoma, no eapuanmy «7TA»,

UGTIAL 6TA/7TA — 35%

rs8175347 _ AKMUBHOCMb (hepmenma CHUdICeHa)

Hasmumue y Bac reneru4eckoro mapkepa 100poKa4ecTBeHHOM runepOuInpyoMHeMiu: BbISBJICHA

3akiro4eHue:
Buviasenena cknonnocms Kk nogviutenuto ounupyouna. Cunopom Kunvoepa

Ilpuyunoii aHHOTO CHHAPOMA SBIISIETCS MyTalys (M3MEHEHHE) TeHa, OTBEUYAIOIIEro 3a CIeHaIbHbBIN (epMEeHT
(BemiecTBO, y4acTByIOIlee B 0OMEHE BEIIECTB) MIEYCHH — TITIOKYpOHIIITpaHcdepasy, KOTopasi y4acTBYeT B 00-
MeHe OmnmpyOnHa (MPOAYKTa pacmaaa reMorio0nHa — OelKa-MepeHOCYrKa KUCIOpOoaa B KPacHBIE KPOBSHBIC
KJIETKH KpoBH). B ycrnoBusix HempocTaTka 3Toro hepMeHTa CBOOOIHBIN (HETPSIMO) OMIITMPYOUH HE MOXKET OBITH
CBSI3aH B MIEYCHH C MOJIEKYJION TTTIOKYPOHOBOM KHCIOTHI, YTO MIPUBOIUT K €T0 MOBBIIICHUIO B KPOBH.

3a0omneBaHne EPEAaETCs 10 ayTOCOMHO-PEIIECCHBHOMY THITY, HO BCTpEYaeT KIMHUYECKHE CITy4an, KOTAa reTe-
po3uroTHoe HocutenbcTBO (reHotun 6R\7R) maet kimanueckyro kaptuny Cunapoma JXunsbepa, Toraa Hace-
JIOBaHME UJET 10 JOMHUHAHTHOMY THITY — 3TO O3HAYAET, YTO CYIIECTBYET 5S0-TUIPOIIEHTHAS BEPOSTHOCTH TOSIB-
JeHus B ceMbe pebOenHka c¢ cuHapomoMm JKunbbOepa, eciaum OoJeH XOTsS OBl OAMH M3 POJUTENCH.

Henpsimoii OmnmupyOuH (HeCBsI3aHHBINM, HEKOHBIOTUPOBAHHBIN, CBOOOIHBIN) SBISETCS 71l OPraHU3Ma TOKCHY-
HBIM (OTPABISIONINM) BEIIECTBOM (IIPEXK/E BCEro JUIsl [EHTPAILHON HEPBHOM CHCTEMBI), U €ro 00e3BpeKuBa-



HUE BO3MOXKHO TOJIBKO ITyTEeM IPEBPAIICHUS €r0 B IIEYCHH B CBA3aHHBIN (TpsiMoii) ounupyOus. [locne qauii BbI-

BOAUTCA U3 OpraHnu3Ma BMCCTC C JKCIIYbIO.

Daxkmopel, TPOBOLUPYIONIHE 00OCTPEHUE TAHHOTO CHHIPOMA:

OTKJIOHEHHUE OT JIUETHI (TOJI0IaHuE UITH, HA000POT, NIepeeianue, yroTpedieHNe KUPHOU THIIH);

IIPUEM HEKOTOPBIX JIEKAPCTBEHHBIX CPEICTB (aHAOOIMYECKUX CTEPOMJIOB (aHAJOrOB MOJOBBIX T'OPMO-
HOB, UCIIOJIb3YEMBIX ISl JIEUEHUSI TOPMOHAJIbHBIX 3a00JI€BaHMil, @ TaK)Ke CIIOPTCMEHAMU JUIsl JOCTUXKe-
HUSl HAWBBICUIMX CIIOPTUBHBIX PE3YyJbTATOB), TIOKOKOPTHKOUIOB (aHAIOrOB FOPMOHOB KOPBI HAIO-
YEUHUKOB, aHTHOAKTepUAJIbHBIX [IPENAapaTOB, HECTPOUIHBIX IPOTUBOBOCIIAJIUTENBHBIX IIPENApaTOB));
yIOTpeOIeHHUE alIKOT0JIs;

ype3MepHasi pU3nvecKas Harpys3Ka;

cTpecc;

pa3aMyYHbIE ONEPALUU, TPABMBI;

IIPOCTY/IHbIE U BUPYCHBIE 3a00JIeBaHus (HallpUuMep, Ipuli (BUpyCHOE 3a00JIeBaHue, XapaKTepu3yrouiee-
sl BBICOKOM TemIepaTypoil Tena B TeueHue 0ojee 3-X JHEW, CUJIbHBIM KalluleM M KpaiiHel oluel cia-
6octbi0), OPBU (ocTpas pecnupaTopHO-BUpYCHast HHPEKIMS — MPOSBISETCS KallleM, HAICMOPKOM, BbI-
COKOW TeMmIepaTypoil Teiaa U OOLIMM HEIOMOTaHHEM), BUPYCHBIH IenaTtuT (BOCHAJICHHUE MEYECHU, BbI-
3BaHHOe Bupycamu renatuta A,B,C,D,E)).

[Ipu cunnpome Kunpbepa peKOMEHIOBAHO HUCKIIOYUTH AJIKOTOJIb, OTPAHUYUTH yNOTpedsieHne jekapcts (AH-
TUOMOTHKH CTPOTO 0 MOKAa3aHMAM, B clydae, Korjaa 6e3 HuX o0OHTHCh Henb3s.). [Ipu nmpueme npoTuBOOnmyXo-
JIEBBIX U TIIIOKOKOPTUKOUIOB, BOZMOYKHO Pa3BUTHE TOKCUYECKUX peakuil Ha (poHe ImpruemMa MmpernepaTosB.

Buramunotepanus (Butamunsl rpynmnsl B) npoBoautes 20-qHeBHBIM KypcoMm 1—2 pa3za B roa. Bo3moxeH kyp-
COBOI MPHEM TenaTonpOTEKTOPOB: cceHIale Gopre, rentpai U Ip (0 peKOMEHJAIMU FACTPOIHTEPOIIOra).

Juera. CKIIIOUUTb )KUPHBIX COPTOB Msica M KOHCEPBOB, B nepuoj odoctpenuil. [Ipu comyrcTByromux 3abose-
BaHUAX >KEITYHOTO My3bIps MOKa3aHa ocobas auera (croi. Ne 5)

1.

PexoMennanuu

KOHCYJ'H)TaLII/ISI Jieqaliero Bpada

2. OO0cnenoBaHue OMIMKAWIIMX POJICTBEHHUKOB (POAMTEINEH, IETEeH, POJHBIX OPaTheB U CECTEp MALUCHTA).

OcHoBHbIE peKOMEHAANH OyTyT BbIAABATHCS
BaIlIMM JICYAIIUM Bpauom!

Pe3ynbTaThl MoJieKyisipHO-TeHeThYeckoro ananusa (JJHK quarnoctukmn)
JNEUCTBUTENBHBI BCIO )KU3Hb, UX MOKHO ITPOBECTH OJHOKPATHO.

I'eneruk-koucynprant: dyaypuu B.B.



WH®OPMAIIMOHHBIN BJIOK JJIS1 IAIIUEHTOB
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CHUHAPOM KNJIbBEPA
Cunapom Xwmisbepa nporekaer 6€CCUMITOMHO WM ¢ MUHUMAJIbHBIMU KIMHUUYECKUMHU MPOsIBICHUAMU. MHO-

I'ue CIICUAJIUCTBI paCCMATPHUBAIOT €I'0 HC KaK 3a60HeBaHHe, a KakK (bI/ISI/IOJ'IOl"I/I‘{eCKYIO 0COOEHHOCTD OpraHusma.
B GonpiinHCTBE ClIydacB CIMHCTBCHHBIM IIPOSABICHUEM CUHJAPOMA ABJIACTCSA YMCPCHHAsA KCITyXa (OKpaH_II/IBa-
HHUC KOXKH, CIN3UCTBIX 060.]'[0‘{61(, OEJIKOB IJ1a3 B JKENThIN I_IBGT). OcTanbHbIE CHMITTOMBI KpaﬁHe PCIAKH U ci1abo
BBIPAKCHBI.

HCBPOHOFI/I‘IGCKaH CUMIITOMATHKAa MUHUMAJIbHA, HO MOI'YT OBITh: ITOBBIIIEHHAS YTOMJIIIEMOCTD, CJ'Ia6OCTB, rojao-
BOKPYIKCHUC, 6CCCOHHI/IH8., HapylmcHUA CHA.

K ClIc Ooitee PCAKHM CUMIITOMAaM MOXHO OTHECTU CUMIITOMBI JUCIICIICUN (Hapyn.[eHI/ISI HI/IH_IeBapeHI/IH)I

e CHIKEHHUE WIN OTCYTCTBHE aIlIIETUTA,

e TOPBKHI NPUBKYC BO PTY;

e  OTPBDKKA FOPHKUM IOCIE €1bl;

e H3XKOra;

e TOIIHOTA, PEAKO PBOTA;

e HapyILIEHHS CTyJa — 3aropbl (OTCYTCTBUE CTYJIa B TEUEHUE HECKOJIBKUX JIHEH WIN HEENb) UM TTOHOCHI
(JacThId KUAKUHI CTYI);

e B3JyTHUE KHUBOTA;

e  UyBCTBO IIEPETIOIHEHHUS KEITYAKA;

e HENpUATHBIE OLIYLIEHUS U 00JI1 B TpaBoM nozipedepne. Kak npaBuiio, oHM HOCST TYNOM, TSHYIIUH Xa-
paxTep. Yale BO3ZHUKAIOT MOCJIE TIOTPEIIHOCTEH B IUEeTe, HAIpUMep, 10ociie YIOTpeOIeHUs )KUPHOH WK
OCTPOM MUIIH;

e UHOI/Aa HAOJIIOAAETCS YBEJINYCHUE PA3MEPOB MEUCHH.

B nenom, 3aboseBanne nporekaeT 0J1aronpusITHO, HE PUUMHSASA U3JIUIIHAX HEYJOOCTB U OECIIOKOWCTBA, HO MPH
XPOHHUYCCKOM H€C06J'IIOJI€HI/II/I JUCTBI, PCKUMa WA IIpU TSDKEIION NEpCAO3UPOBKE MpCriapaTtaMu, BbI3bIBAIOIIH-
MU 00ocTpeHus 00JIE3HHU, BOZMOKHO Pa3BUTHE HEKOTOPBIX OCIOKHEHUH.

e XpOHHMUYECKUU IenaTuT (CTOINKOE XPOHUYECKOE BOCTIAJIEHUE TICUEHN ).

e JXemunokameHHas 00je3Hb — 3a00JI€BaHNE, XapAaKTEPU3YIOIIEECs XOJIEIUCTOIUTHA30M (00pa3oBaHueM
KaMHEH! B )KEJTYHOM ITy3bIpe) U/ MU XOJIEJ0XO0JINTHA30M (00pa30BaHUEM KaMHEH B JKETUHBIX IPOTOKAX),
KOTOPOE MOXKET MPOTEKATh C CHMITOMAaMHM [IEYEHOYHON KOJIMKHU (OCTphIE, CXBAaTKOOOpa3HbIe 00U B KU-
BOTE).

Crieruduueckoii npo(UIIaKTUKK HE CYIIECTBYET, TaK Kak 00JIe3Hb SIBJSIETCS TEHETHUECKH 00yCIIOBIIEHHOH (T1e-
penaercst OT pOIUTENeH K ICTSIM).

e CHWXEHHE WIH UCKIIIOYEHHE BIUSHUS BPEIHBIX OBITOBBIX (PaKTOPOB, TOKCUYHBIX (OTPABISIOLINX) IS
MEYEHU JICKAPCTBEHHBIX MPENapaToB.

e PanmonanpHOE 1 cOaaHCUPOBAHHOE MUTaHKE (YIOTPEOJICHHE B THIILY IPOTYKTOB, OOTaThIX KJIETYATKON
(oBomIH, GPYKTHI, KPYIIBI), OTKA3 OT CIUIIKOM TOpsYei, KOMMYEHOM, )KapeHOW U KOHCEPBUPOBAHHOM MTH-
IIH).

e VYMmepeHHble (pU3HUECKUE HATPY3KH, 3I0POBBII 00pa3 )KU3HU.

e HckmoueHue ynoTpeOieHus aaKoros.



e Ortka3 OT BpeHBIX MPUBBIUEK, IPHEMa aHAOOIMYECKUX CTEPOUIOB (aHATIOTOB MOJIOBBIX TOPMOHOB, HC-
MOJIb3YEMBIX JJIs JISYECHUS] TOPMOHAIBHBIX 3a00JIEBaHUMN, a TAK)KE CIOPTCMEHAMH ISl IOCTUKEHUS
HaMBBICIIUX CIIOPTUBHBIX PE3YyIbTATOB).

e Perynspnas nucnancepusaius (€xXeroaHbli NpopUIaKTHUECKUH OCMOTD), BBISBIIEHUE U JIeYeHHe 3a00-
JIeBaHUH, KOTOPBIE MOT'YT CIIPOBOIIMPOBATH 000CTpEHUE OOJIE3HU:

o remaruTa (BOCHAJICHUS TICYCHH ),

o TracTpuTa (BOCIAJICHHUS KETy/IKa);

o S3BEHHOW OO0JIe3HU KeNyaKa U 12-mepcTHO# KUKy (00pa3oBaHus 3B M 1e(DEKTOB Pa3TMIHON
TITyOUHBI B JKeJIyAKe U 12-1epcTHON KUIIIKE);
MaHKpeaTuTa (BOCTaIeHUs MOHKETYI0OUHOM JKee3bl);
XOJIELIUCTUTA (BOCIIAJIEHUSI )KETUHOTO IY3bIPsl) U APYTUX.

Taxk kak 3a001eBaHIe HACIEICTBEHHOE (TIEPEIAeTCs OT POAUTENEH K IeTSM), CEMEUHBIE Maphl, TJIE XOTS ObI
OJIMH U3 CYNPYTOB CTPaJaeT dTUM 3a00JIeBAaHHEM, JIOJKHBI IIPOKOHCYJIBTUPOBATHCS Y TeHETHUKA TIepe/T TUTaH -
poBaHUEM OEPEMEHHOCTH.

HnpekTop Caenbes [. 1.




